SUMMARY
We report a case of a 57-year-old woman with an obscure gastrointestinal bleed who was found to have an extramural gastrointestinal stromal tumour (GIST), detected by capsule endoscopy, and confirmed by laparoscopically-assisted enteroscopy and resection. Currently, major modalities used for detection of GISTs include double-balloon enteroscopy, capsule endoscopy and CT. Endoscopic measures, including capsule endoscopy, are limited in their ability to detect GISTs with extramural growth, as these typically do not demonstrate obvious luminal abnormalities. This case report illustrates a case in which an extraluminal GIST causing recurrent gastrointestinal bleeding presented as an ulcer, as seen on capsule endoscopy.
BACKGROUND
Small bowel tumours are a rare cause of gastrointestinal (GI) malignancies.
1 GI stromal tumours (GISTs) are the most common mesenchymal tumours of the GI tract and typically present in the stomach, although up to 20-35% can present in the small bowel. 2 Most GISTs are located intramurally, and thus present as luminal lesions. However, 20% are considered extramural and occur as exophytic masses protruding through the serosa. 3 Our case illustrates obscure GI bleeding secondary to an extramural jejunal GIST detected by capsule endoscopy.
CASE PRESENTATION
A 57-year-old Caucasian woman with a 1 year history of obscure, overt bleeding, presented to our institution, with bright red blood per rectum. She initially presented to an outside hospital 1 year prior, with symptomatic anaemia.
INVESTIGATIONS
The patient underwent an oesophagogastroduodenoscopy (OGD) and colonoscopy as well as two capsule endoscopies at an outside community hospital, to investigate the source of bleeding. The OGD and colonoscopy were normal. The first capsule endoscopy study demonstrated a large, cratered ulcer in the mid small bowel. Several weeks later, repeat capsule endoscopy showed no evidence of the ulcer; this was attributed to healing of the ulcer.
The patient was asymptomatic for months until she again presented to our facility, with haematochezia. Repeat OGD and colonoscopy were negative. An antegrade single-balloon enteroscopy was normal, and a tattoo was placed endoscopically. A repeat capsule endoscopy showed an abnormal vascular lesion distal to the previously placed tattoo. This was followed by a retrograde single-balloon enteroscopy, which was normal, but did not reach the initial tattooed area. A spirus enteroscopy was performed and was passed distal to the tattooed site, but the abnormal vascular collection seen on capsule endoscopy was not visualised. During her most recent hospital admission, the patient presented with crampy, midepigastric pain and haematochezia. In the emergency department, she reported fatigue, light-headedness and dizziness. Physical examination of the abdomen showed a soft, non-tender, non-distended abdomen, with normal bowel sounds. Haemoglobin was 7.9 g/L (normal range: 12-15 g/dL in women, 13-17 g/dL in men). In order to visualise the source of active bleeding, capsule endoscopy was pursued, showing a clean-based, umbilicated, submucosal lesion with ulceration in the mid small bowel (figure 1). The patient was taken to the operating room, where a laparoscopically-assisted enteroscopy was performed. There was difficulty passing the small bowel over the endoscope. Using manual palpation, the bowel was found to be tethered due to a large mass in the small bowel. The location and appearance of the mass correlated with that of the ulceration seen on the capsule endoscopy. A smallbowel resection with end-to-end anastomosis was performed. The exophytic mass measured 5.5×5.5×3.5 cm (figure 2). On the small bowel mucosa, at the area of attachment of the exophytic Figure 1 Image from capsule endoscopy revealing evidence of an ulcerated lesion atop a bulge suggestive of a submucosal lesion. mass, was a 1.0×0.6 cm, ulcerated opening with haemorrhagic, raised edges. Pathology revealed a low-grade GIST of spindle cell subtype, with a mitotic rate of 3/50 high power field. Margins were free of tumour, and tumour node metastasis (TNM) staging was pT3. By immunohistochemistry, the tumour cells were positive for CD 34 and CD 117.
OUTCOME AND FOLLOW-UP
After successful surgical resection, the patient did not have further active bleeding and was otherwise asymptomatic. She was discharged, and is to be evaluated by oncology for further management.
DISCUSSION
GISTs are the most common mesenchymal tumours of the GI tract. They are more common in men and African-Americans, and have a median age of diagnosis of 63 years. 4 GISTs are most common in the stomach (60-70%), followed by the small intestine (20-35%), the colon and rectum (5%), and, finally, the oesophagus (<5%). 5 Nearly 75% of GISTs are composed of spindle cells, whereas the remaining consist of epithelioid cells. 6 In over 90% of cases, a tyrosine kinase receptor protein (CD117) is expressed, which, along with histology, aids in diagnosis. 7 8 The expression of CD117 also helps differentiate GISTs from other mesenchymal tumours of the GI tract, such as leiomyomas and leiomyosarcomas, and guides treatment selection. 9 Approximately 4% of GISTs do not express CD117, and these tend to be composed of epithelioid cells, and arise from the peritoneum and omentum. 8 The most common presentation of GISTs is a GI bleed, though patients may present with abdominal pain, early satiety, bloating, obstructive jaundice and dysphagia. 5 10 GISTs are often detected incidentally by a CT of the abdomen obtained during the evaluation of these symptoms. Nonetheless, they may also be suspected in cases where there is a subepithelial mass on endoscopy.
Multiple studies are commonly used to investigate small bowel tumours including enteroclysis, MRI, angiography, capsule endoscopy, double balloon enteroscopy (DBE) and CT. Nakatani et al, 2 in a retrospective study, concluded that DBE is useful in detecting GISTs in the small bowel; however, a combination of capsule endoscopy and CT may also be useful. Lesions such as submucosal tumours may be detected more readily by capsule endoscopy due to luminal impingement and overlying ulceration. In the same study, intramural GISTs tended to present as round, ulcerated lesions on endoscopy. 2 In a study by Pennazio et al, 11 100 consecutive patients with overt GI bleeding were examined with capsule endoscopy. The results indicated that capsule endoscopy can reach a positive predictive value of 97% if used early in a patient who is actively bleeding. In regard to the usage of spiral enteroscopy versus DBE, Freiling et al 12 demonstrated that DBE actually may have a higher diagnostic yield as compared to spiral enteroscopy. However, in our institution since only single balloon and spiral enteroscopy are available, these methods were used to further evaluate the source of bleeding in this patient.
Capsule endoscopy is limited in its ability to detect GISTs with extramural growth unless there is extension to the lumen. Some extramural duodenal GISTs have been shown to mimic a pancreatic head mass on CT, but did not show any mucosal abnormality on endoscopy. 13 Extramural growth of GISTs has been reported in 18-30% of GISTs. 3 The combination of modalities is especially useful in detecting extramural GISTs. 2 These often present as well delineated, heterogeneous and, occasionally, exophytic masses, on CT.
14 Although CT is extremely useful in detecting large tumours and GISTs with extramural growth, the detection rate of intramural GISTs was low. 2 In our case, a CT of the abdomen with contrast had been performed on a previous hospital visit a few months prior to the diagnosis of the GIST. Unfortunately, the lesion was not reportedly seen due to the difficulty in differentiating it from the other loops of small bowel, which led to the significant endoscopic work up that ensued.
Surgical resection is the standard therapy for non-metastatic GISTs. 15 According to the National Comprehensive Cancer Network, all GISTs ≥2 cm should be resected as there is greater malignant potential. Tumour size and mitotic activity strongly influence the clinical outcome. 2 One study found that <3% intestinal GISTs that were <5 cm and ≤5 mitoses per 50 HPF metastasised; whereas, 86% of tumours >10 cm and >5 mitoses per 50 HPF metastasised. 2 Therefore, an accurate diagnosis is paramount to adequately triage these patients and discern the appropriate treatment plan. This includes detailed history-taking and physical examination to properly understand associated signs and symptoms, followed by imaging and endoscopic evaluation including but not limited to an OGD, anterograde or retrograde deep enteroscopy, or capsule endoscopy, until these lesions are fully characterised and localised. Figure 2 Exophytic mass emerging from a loop of small bowel noted during a laparoscopically-guided enteroscopy.
Learning points
▸ Identification of GISTs is important as they frequently metastasise and their malignant potential depends greatly on size, location and rate of mitosis. ▸ Extramural GISTs are less likely than intramural lesions to present with mucosal irregularities, therefore they may be difficult to detect with a single modality. ▸ Submucosal tumours may be detected more readily by capsule endoscopy due to luminal impingement and overlying ulceration. ▸ Capsule endoscopy is limited in its ability to detect GISTs with extramural growth unless there is extension to the lumen. ▸ Our case illustrates that extramural mass lesions may present as mucosal ulcerations on video capsule endoscopy.
